Gaucher's Disease with Acro-osteolysis J Taubman MRCP DMRD and Mary MacKeith MB (for P R Evans MD FRCP) C S, male, aged 7 years Seen in May 1962 because of dwarfism. Height and weight both below 3rd percentile. I. Q. at 7 years estimated at 87. On examination: Liver 6-3 cm below right costal margin, firm. Spleen 3-8 cm below left costal margin. Fingers, and especially thumbs, broad and stubby; incurving of little fingers; trophic changes in nails. Mongolian slant to eyes; epicanthic folds. hyperflexibility ofjoints.
Investigations
Bone marrow: Gaucher's cells present. X-rays: Fingers: bilaterally symmetrical fragmentation of terminal phalanges 1, 2 and 3; hypoplasia of middle phalanges 5 (Fig 1) . Skull: elongated boat-shaped pituitary fossa; parietal foramina present. Femora: symmetrical expansion of the lower ends of both femora. Acidphosphatase: Total 6-5 K.-A. units (moderately raised). Urine: No excess of mucopolysaccharide. Chromosomes: Normal.
Comment
Dwarfism, lipid-storage macrophages found in the bone marrow, expansion of the lower ends of the femora, hepatosplenomegaly, and elevated serum acid phosphatase led to a diagnosis of Gaucher's disease in this case. In addition to these typical features of Gaucher's disease, the patient has an unusual facies suggestive of Down's syndrome, and a pituitary fossa similar to that seen in the Hunter-Hurler syndrome. There are, however, no The abnormality of the terminal phalanges of the hands has not been previously reported in association with Gaucher's disease: it is uncertain whether this feature has been caused by Gaucher's disease, or whether there is present a separate osseous dysplasia of congenital origin. Similar changes in the terminal phalanges, though rare, have been recorded by other authors (Brailsford 1953 , Hajdu & Kauntze 1948 , Harms 1954 , Harnasch 1949 , Newton & Carpenter 1959 , Topham 1949 .
Harnasch first used the term acro-osteolysis, but the term has subsequently been applied to the changes occurring in a wide variety of acquired diseases associated with peripheral, circulatory and/or sensory disorders in, for example, scleroderma, Raynaud's disease and psoriasis. This case has no demonstrable peripheral sensory or circulatory disturbance at the present time, but it is possible that antenatal abnormality (perhaps associated with Gaucher's disease) may have caused an interference with normal bony development, resulting in fragmentation of the finger tips.
